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A15556 mutation, 27
Aborigines, 435
Absolute pitch, 221 (E), 224
American College of Medical Genetics, statement,
1243 (ACMG/ASHG)
Admixture, 703
Adrenal hypoplasia congenita, 855
Affected sib pair(s), 726 (L), 731 (L), 1228, 1561 (L)
Statistics, 728 (L)
Affected sib triples, 1228
Affecteds-only analysis, 202 (L)
African Americans, 195 (L), 991 (L)
Agammaglobulinemia, 1034
Age at onset, 842
Anticipation, 1212
Aging, 1003 (R), 1008 (R), 1015 (R), 1525
AIDS resistance, 1507
Alagille syndrome, 1361
Albinism, 593
Alkaptonuria, 765 (E), 776
Allele(s), 1180, 1260, 1180, 1260
Age, 459
Allelic association, 159, 1189
Alopecia, 386
a-N-acetylglucosaminidase, 64
Alport syndrome, 253
Alternative splicing, 1332
Alzheimer disease, 70
Amerindians, 1312
Amino acid metabolism, 295
Aminoglycosides ototoxicity, 27
Amyloid precursor–like protein 1, 362
Amyloidosis, 719 (L)
Amyotrophic lateral sclerosis, 633
Analysis frequency distributions, 1260
Ancestral haplotype, 1507
Ancient DNA, 1153
Anemia, 1062
Angelman syndrome, 1353
Angiomyolipoma, 810
Angiotensin-converting enzyme, 1525
Anhaptoglobinemia, 245
Antagonistic pleiotropy, 1525
Anticipation, 610
Antigens, 373
Aortic, 627
Apache, 136
Adenomatous polyposis coli, 1516
Apolipoproteins, 406
Apoptosis, 503 (R), 514 (R), 509 (R)
Arylsulfatase E, 562
Ascertainment, 738, 739
Bias, 1212
American Society of Human Genetics, statement, 1243
(ACMG/ASHG)
Asian Indians, 36
Association, 690, 703, 950, 1180
Ataxia, 301
Ataxia-telangiectasia, 334, 551
Mutations, 86
Variants, 551
Athabascans, 136
Atherogenic lipoprotein phenotype, 406
Atherosclerosis, 20 (E)
ATM, 86, 551
Mutations, 334
Attenuated adenomatous polyposis coli, 1290
Australia, 435
Autism, 1077
Autosomal dominant periodic fever, 1446
Autosomal recessive inheritance, 1452
Autozygosity mapping, 1070
B cells, 1034
Bacterial artificial–chromosome contig, 890
Balinese village, 904
Bartter syndrome, 355, 1332
Basement membrane, 253
Bayes’s rule, 145
Bedouins, 1062
Behavior, 224
BIGH3, 320
Bilirubin, 585
Biological determinism, 979
7-Biopterin, 1302
Bipolar (affective) disorder, 916, 1084
Birth defects, 25 (E), 1262 (L)
Bivariate right truncation, 1212
Bjornstad syndrome, 1107
Blindness, 503 (R), 865
Body fat, 659
Bone cystosteodysplasia, 362
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Blum, K., 999
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Raff, R. A., 208
Sybert V. P., 998
Books reviewed, title:
Genetic Skin Disorders, 998
Handbook of Psychiatric Genetics, 999
Shape of Life: Genes, Development, and the
Evolution of Animal Form, The, 208
Bootstrap, 159
Bottleneck, 752
BRCA1, 145, 676, 713 (L), 1516, 1543 (L), 1544 (L)
BRCA1/2 heterozygote, 1543 (L)
BRCA2, 145, 676, 1381, 1543 (L), 1544 (L)
Breakpoint, 253
Breast cancer, 145, 334, 676, 713 (L), 1381, 1516,
1544 (L)
British populations, 334
Btk, 1034
C282Y, 1403
CAG/CTG repeats, 1548 (L)
Cancer, 1129, 1288
Breast, 676, 1381, 1544 (L)
Childhood, 20 (E), 45
Colorectal, 736 (L)
Ovarian, 676, 1381, 1544 (L)
Prostate, 1416, 1425
Candidate genes, 406, 962
Carbinolamine dehydratase, 1302
Carbohydrate-deficient glycoprotein syndrome type IB,
hepatic-intestinal presentation, phosphomannose
isomerase, 1535
Cardiac, 627
Cardiovascular disease, 1258
Cartilage, 311
CAS, 509 (R)
Cataract, 520
Zonular pulverulent, 526
Causative relationship, 723 (L)
Celiac disease, 669
Cell cycle, 509 (R)
Cell death, programmed, 514 (R)
Cell selection, 1555 (L), 1557 (L)
Cellular senescence, 1015 (R)
Centenarians, 1525
Central core disease, 599
Cerebral palsy, 1070
CFTR, 1252 (L)
CFTR (see Cystic fibrosis, transmembrane
conductance regulator)
Charcot-Marie-Tooth disease, type 1A, 1023
Chemotherapy, 45
Childhood-cancer survivors, 45
Childhood-onset schizophrenia, 1548 (L)
Chimerism, 937
Chondrodysplasia punctata, mutations, 562
Chromosome 1, 355, 848
Chromosome 1p, 1439
Chromosome 1q, 526, 653, 1416
Chromosome 2, 620, 1102
Chromosome 2p, 876
Chromosome 2p21, 573
Chromosome 4q35, 1084
Chromosome 6q, quantitative-trait locus, 1468
Chromosome 8, 386
Chromosome 9, 633, 1484
Chromosome 10p, 136
Deletion(s), 495 (L)
Hereditary neuropathy with liability to pressure
palsies (HNPP), 1023
Chromosome 10p15-p14 region, 641
Chromosome 11, 400
Chromosome 11q25, 1123
Chromosome 12, 890
Chromosome 12p13, 884, 1446
Chromosome 15, 1062, 1077
Chromosome 16q, 987 (L)
Chromosome 17, 391
Chromosome 17p11.2, 904
Chromosome 18 markers, 916
Chromosome 18q deletion syndrome, 1500
Chromosome 19, 130, 362
Chromosome 19q13.4, 1248 (L)
Chromosome X, 122, 800, 865, 1092, 1493
Inactivation, familial/skewed, 1555 (L), 1557 (L)
Linkage, 122, 627, 865, 1320
Rearrangements, 533
Chromosome Y, 1171
Polymorphisms, 420
Chronic granulomatous disease, 1320
Cleft lip, 1262 (L)
Clinical signs, 301
CMT1A-REPs, 1023
Coalescence of haplotypes, 1507
Coalescent theory, 459
Cockayne syndrome, 77
Cohort study, 45
COL11A1, 816
COL11A2, 1460
COL4A5, 253
COL4A6, 253
Collagen, 98
Mutation, 816
Colon cancer, 1516
Colorectal cancer, 1129
Complementation group, 1539 (L)
Complex, 202 (L)
Complex inheritance, 690
Complex segregation analysis, 1425
Complex trait, 703, 950
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Complex traits, 224
Compound heterozygosity, 723 (L)
Cone-rod dystrophy, 122
Confidentiality, 474 (ASHG)
Conformation-sensitive gel electrophoresis, 98
Congenital central hypoventilation syndrome, 715 (L)
Congenital dyserythropoietic anemia type 1, 1062
Congenital muscular dystrophy, 1439
Congenital profound hearing loss, 904
Congenital microcoria, 1117
Congenital sensorineural hearing loss, 1107
Connexin, 520, 792
Connexin50 gene, 526
Consanguinity, 728 (L)
Constrained likelihood-ratio test, 1228
Copper, 484 (L)
Corneal dystrophy, 320
Coronary heart disease, 20 (E)
Risk, 36
Cowden syndrome, 1020 (E)
CpG dinucleotide, 320
Craniofacial abnormalities, 1370
Craniosynostosis, 1370
Crigler-Najjar syndrome type 1, 585
Cryptic rearrangement(s), 1500
Crystallin, 520
CTG-repeat expansion, 278
CYP1B1, 325, 573
Cystic fibrosis, 195 (L), 1252 (L), 1551 (L)
Transmembrane conductance regulator, 195 (L)
Cytochrome b, 1320
Cytochrome C450B1 (CYP1B1), 325
Cytochrome P4501B1, 573
Cytogenetics, 937
CZP1, linkage to 1q, 526
D-loop, 435
DAN sequence, 77
Darier disease, 890
DAX1, mutations, 855
De novo mutation, 717 (L)
Deafness, 355, 792
Progressive, 27
Death, 514 (R)
Deficiency, human complex I, 262
Deletion, 245
Delta, 159
Dementia, 362
Denaturing gradient gel electrophoresis, 1341
Denys-Drash syndrome, 824
Determinism, genetic, 979
DFNB3, 904
Diagnosis, 941
Diagnostic PCR, 1312
Diaphanous gene, 533
Diffuse idiopathic skeletal hyperostosis, 1460
DiGeorge syndrome, 495 (L)
Disease
Association, 450
Late onset, 450
Mapping, 690
Disease
Mutation, 816
Disequilibrium mapping, 459
Distal myopathy, 620
DMPK, 278
DNA
Methylation, 278
Polymorphisms, 937
Pooling, 1189
Repair, 77
Structure, 111
Typing, 1558 (L), 1560 (L)
Dodecamer-repeat expansion, 842
Double heterozygote, 1543 (L)
Double mutant, 1543 (L)
Drosophila, 10 (R), 514 (R)
Dwarf, 311
E6-AP, 1353
Early onset, 70, 1416
Echogenic bowel, 195 (L)
Ectodermal defects, 130
Ectodermal dysplasia, 1102
Ectrodactyly, 130
Ectrodactyly, ectodermal dysplasia, cleft palate, and
urogenital defects (EEC), 130
Epilepsy, progressive myoclonus (EPM1), 842
Erythropoietic protoporphyria, 1341
Essentialism, genetic, 979
Ethics, 474 (ASHG)
Genetics, 979
Ethiopia, 420
Ethnic affiliation, 1558 (L), 1560 (L)
Ethnic isolate, 391
Ethnic populations, 86
Etiology, 492, 1070
European population(s), 488 (L), 491 (L)
Origin, 1137
Evolution, 1008 (R)
Exclusion, 962
Exon skipping, 269, 713 (L)
Expanding-trinucleotide-repeat diseases, 1212
Expectation-maximization logarithm, 969
EXT1, 346
EXT2, 346
Extended pedigrees, 1198
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Eye development, 1113
F cells, 1468
Faisalabad histiocytosis, 1123
Familial adenomatous polyposis, 1288, 1290
Familial Hibernian fever, 1446
Family history, 145
Fat, body, 659
Ferrochelatase, 1341
Fetal allograft, 1 (R)
Fetal DNA, 763, 768
Fetal hemoglobin, 1468
Fibroblast growth-factor receptor, 1370
Fine-scale localization, 159
Finland/Finnish population, 1171
FISH, 1500
5′ UTR, 484 (L)
Folate, 1044
Founder, 1254 (L)
Effect, 192 (L), 1312
Mutation(s), 86, 834, 1544 (L)
Frameshift mutation, 834
Frequency microsatellites, 1260
Friedreich ataxia, 111, 301
G-banding, 1500
GAA-triplet expansion, 111
GABA (see Gamma-aminobutyric acid, receptors)
Gametogenesis, 6 (R), 1269 (R)
Gamma-aminobutyric acid, receptors, 1077, 1452
Gastrointestinal, 1129
Gene flow, 488 (L), 491 (L)
Gene mapping, 159, 950, 962, 1102
Gene mutation, 800
Gene pool, 488 (L), 491 (L)
Gene structure, 1312
Gene therapy, 53
Genetic analysis, 1516
Genetic counseling, 610, 800
Genetic discrimination, 736 (L)
Genetic diseases/disorders, 77, 1535
Genetic heterogeneity, 1052
Genetic information, 474 (ASHG)
Genetic linkage, 916, 1084, 1107
Analysis, 181
Genetic mapping, 633
Genetic risk, 145
Genetic-risk factors, 1258
Genetic susceptibility, 723 (L)
Genetics, 1070, 1113
Genodermatosis, 1052
Genome scan/scanning, 204 (L), 205 (L), 703, 994 (L)
Genome screen/screening, 669, 996 (L)
Genomewide linkage scan, 1561 (L)
Genotype/genotyping, 205 (L)
Relatives, 171
Genotype-phenotype correlation/relationship, 53, 286,
551, 599, 824, 1052, 1290
Genotyping, 205 (L)
Germ-cell mutation/mutagenesis, 25 (E), 45
Germ-line mosaicism, 717 (L)
Gingival fibromatosis, 876
GJA8 mutation, 526
Glaucoma, primary congenital, 573
GLC3A, 325
Glucose-6-phosphatase, 400
Glycogen phosphorylase, 785
Glycogen-storage disease, 785
Type I, 400
Type II, 991 (L)
GNDF, 715 (L)
Gompertz-Makeham, 1525
Gonadal mosaicism, DAX1 mutations, 855
Groenouw type 1, 320
H63D, 1403
Hair development, 386
Hamartoma polyposis syndromes, 1020 (E)
Haplotype, 1180, 1381
Analysis, 192 (L), 386, 865, 1389
Mapping, 1468
Phylogeny, 1171
Haptoglobin, 245
Hayflick limit, 1003 (R), 1015 (R)
Hb F (see Fetal hemoglobin)
HDL, 406
Hearing loss, 15 (E)
Hemochromatosis, 1403
Hepatic-intestinal presentation, 1535
Hereditary neuropathy with liability to pressure
palsies (HNPP), deletion1023
Hereditary nonpolyposis colorectal cancer, 736 (L)
Hereditary renal cell carcinoma, 1475
Hermansky-Pudlak syndrome, 593
Hermaphrodite, 937
Hers disease, 785
Heterogeneity, 6 (R), 865
HFE, 1403
Hibernian fever, 884, 1446
High-pressure liquid chromatography, 585
HLA, 1 (R), 215 (R), 669, 985 (L), 986 (L), 1403,
1460
Class II genes, 373
Hereditary nonpolyposis colorectal cancer, 736 (L)
Homocysteine, 1044
Homogentisate 1,2 dioxygenase, 765 (E), 776
Homologous recombination, 1023
Homology modeling, 573
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Homozygosity mapping, 1439, 1452
Host defense, 1320
Hot spot, 1023
HPS, 593
Human chromosome 15, 925
Human evolution, 1389
Human mtDNA, 1137
Huntington disease, 1243 (ACMG/ASHG)
Hutterites, 985 (L), 986 (L)
Hydroxymethylglutaryl CoA ketoacid lyase, 295
Hyperostosis, 391
Hyperphenylalaninemia, 1302
Hypodontia, 987 (L)
Hypohaptoglobinemia, 245
Hypohidrotic ectodermal dysplasia, 1102
Identity/identical by descent (IBD), 159, 325, 726 (L),
731 (L)
Identity coefficients, 726 (L), 731 (L)
Identity/identical by state, 181
Identity state, 698
Immotile cilia, 1551 (L)
Immune response, 211 (R)
Drosophila, 10 (R)
Immune system, 1003 (R)
Immunity, innate, 6 (R)
Immunodeficiency, 136, 1034
Immunogenetics, 1 (R), 10 (R), 215 (R)
Imprinting, 848, 969, 1353
In vivo footprinting, 278
Inactivation, nonrandom, 1555 (L), 1557 (L)
Inborn errors, 295
Metabolism, 776
Inbreeding, 698, 726 (L), 728 (L), 731 (L)
Infection, 10 (R)
Infertility, 6 (R), 1282 (R)
Infinite alleles, 698
Inherited retinal degeneration, 503 (R)
Insects, 10 (R)
Insurance, 736 (L)
Interferon g-receptor deficiency, 723 (L)
Interleukin-1, 1180
Intraalellic variation, 459
Inverted duplications of chromosome 15, 925
Iris-dilator disorder, 1117
Iron metabolism, 1403
Isoform(s), 1332
Isolated diffuse mesangial sclerosis, 824
Jaeken syndrome, 542
JAG1, 1361
Jagged1, 1361
Joint contractures, 1123
Juvenile, 1129
Juvenile polyposis syndrome, 1020 (E)
Kerato-epithelin, 320, 719 (L)
Ketone bodies, 295
Kinship, 698, 728 (L)
Laboratory guidelines, 1243 (ACMG/ASHG)
Lactic acidosis, 1312
Lamellar ichthyosis, 1052
Language, 488 (L), 491 (L)
Lattice corneal dystrophy type IIIA, 719 (L)
Lattice type 1, 320
Least squares, 159
Leber hereditary optic neuropathy, 196 (L), 492, 492
Leigh syndrome, 717 (L)
Leiomyomatosis, 253
Leukemia, 334
LHON (see Leber hereditary optic neuropathy)
Ligand-binding domain, DAX1, 855
Likelihood calculation, 739
Limb malformations, 130
Linkage, 204 (L), 325, 355, 620, 659, 669, 690, 876,
884, 962, 1129, 1416, 1446, 1452
Analysis, 122, 202 (L), 400, 633, 653, 676,
728 (L), 738, 994 (L), 1062, 1113
Disequilibrium, 159, 362, 450, 703, 950, 969,
1077, 1180, 1189, 1254 (L)
Test, 171
Linkage mapping, 641
Liver glycogenosis, 785
LOD score, 202 (L)
Log-linear model, 969
Longevity, 1008 (R), 1525
Loss of function, 111
Loss of heterozygosity, 1475
Lou Gehrig disease, 633
Low-density lipoprotein, 406
Lymphangiomyomatosis, 810
Lymphoma, 334
Lysosomal storage disease, 64
Lysosomes, 53
Macular dystrophy, 192 (L)
Major histocompatibility complex, 985 (L), 986 (L)
Male offspring, 1493
Malignant hyperthermia susceptibility, 599
Mannose-binding proteins, 6 (R)
Mapping
Genetic, 1460
Refined, 890
mariner-like element, 1023
Marker(s), 1180
Chromosome, 925
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Mutations, 1260
Marshall syndrome, 816
Mate choice, 985 (L), 986 (L)
Maternal-fetal circulation, 763
Maternal-fetal compatibility, 1 (R)
Maternal plasma, 768
Maternal serum, 768
Maximum likelihood, 459
Esimation, 969
Means test, 1228
Media, science, 979
Mediterranean, 484 (L)
Meiotic recombination, 1484
Membranous lipodystrophy, 362
MEN1 (see Multiple endocrine neoplasia type 1)
Mennonites, 865
Menopause, early, 533
Mental retardation, 1092
MERRF (see Myoclonic epilepsy with ragged red
fibers)
Metabolism
Disorders, 765 (E)
Mitochondrial energy, 262
Rate, 659
Methylation, 1269 (R)
Methylenetetrahydrofolate reductase, 1044, 1258
MHC (see Major histocompatibility complex)985 (L),
986 (L)
Microcoria, congenital, 1117
Microphthalmia, 1113
Microsatellite(s), 1077, 1189, 1408
Minimum efficient processing segments, 1023
Mitochondrial disease, 196 (L), 745 (R), 752, 758 (R)
Mitochondrial genetics, 15 (E), 196 (L), 492
Mitochondrion, 435
Mitosis, 509 (R)
Mitral valve prolapse, 627
Mode of inheritance, 202 (L)
Molecular analysis, 1500
Molecular complementation, 723 (L)
Molecular cytogenetics, 925
Mosaicism, 610, 937
Motor-neuron disorders, 633
Mouse, 1282 (R)
MRXS8 (Renpenning syndrome), 1092
mtDNA, 27, 196 (L), 435, 492, 717 (L), 752, 1153
Polymorphism(s), 420
Variation, 1137
MTHFR (see Methylenetetrahydrofolate reductase)
Mucopolysaccharidosis, 53
Type III, 64
Multifactorial/threshold model, 1262 (L)
Multiple endocrine neoplasia type 1, 232
Multiple epiphyseal dysplasia, 311
Multiple exostoses, 346
Multiple sclerosis, 373, 994 (L), 996 (L)
Multipoint methods, 1198
Multistep tumorigenesis, 1475
Muscular dystrophy, 941
Tibial, 620
Mutagenesis, 1282 (R)
Mutagenic treatment, 25 (E)
Mutation(s),77 , 98, 192 (L), 286, 295, 301, 311, 715
(L), 765 (E), 776, 792, 1052, 1302, 1332, 1341,
1361, 1370, 1381, 1408
Age, 1062
Analysis, 53, 346, 593, 676, 785, 1353
DAX1, 855
Detection, rapid assays, 86
Founder, 1544 (L)
Mitochondrial, 15 (E), 745 (R)
Origin, 1381
Parental origin, 1034
Screening, 1252 (L)
Testing, 195 (L)
Mycobacterial infection, 723 (L)
Myoclonic epilepsy with ragged red fibers, 745 (R)
Myopathy, mitochondrial, 262
Myotonic dystrophy, 278, 1389
N-glycosylation, 542
NADPH oxidase, 1320
NAGLU, mutations, 64
Nasu-Hakola disease, 362
Native Americans, 136, 1153
Nature/nurture, 224
Navajo, 136
Neolithic gene flow, 488 (L), 491 (L)
Neural networks, 941
Neural-tube defects, 1044, 1258
Neurocritopathy, 715 (L)
Neurofibromatosis, 834
Type 1, 269, 834
Neuronal apoptosis–inhibitory protein, 485, 486
Neutropenia, 400
NF1 (see Neurofibromatosis type 1)
Night blindness, 865
NKCC2, 1332
Nonparametric-linkage analysis/test, 728 (L), 1228
Nonparametric methods, 202 (L)
Nonradioactive-mutation analysis, 542
Nonsense mutation, 713 (L)
Nonsyndromic neurosensory deafness, 792
Normal-tension primary open-angle glaucoma, 641
Notch signaling pathway, 1361
Nuclear hormone receptor, DAX1, 855
Nuclear transport, 509 (R)
Null allele(s), 98
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Nutrient partitioning, 659
Obesity, 659
Observed likelihood, 738
Ocular albinism, 800
Oligogenes, 690
Oocyte, 717 (L), 1269 (R)
Oogenesis, 533
Origin, Europeans, 1137
Ossification, posterior longitudinal ligament, 1460
Osteochondrodysplasia, 311
Osteogenesis imperfecta, 98
Ovarian cancer, 676, 713 (L), 1381, 1544 (L)
Ovarian dysgenesis, 533
Ovarian failure, 533
Ovarian function, 189 (L)
Oxidation hypothesis, 20 (E)
P1 artificial chromosome contig, 890
Palatal defects, 130
Paleolithic gene flow, 488 (L), 491 (L)
Pancreas, 232
Paracentric inversion, 1484
Paraoxonase, 20 (E), 36
Parathyroids, 232
Parent-of-origin, 925
Effect, 916
Parental origin, 1493
Parkinson disease, 758 (R)
Parthenogenesis, 937
PCR method, 842
Pedigree(s)
Errors, 181
Pedigree structure, 739
Penetrance, 610
Perfect pitch, 221 (E), 224
Periodic fever, 884
Peripherin/RDS, 192 (L)
Permutable populations, 698
Permutation tests, 950
Peroxisome, 1539 (L)
Biogenesis disorder, 1539 (L)
Peutz-Jeghers syndrome, 1020 (E)
PEX, 1539 (L)
Phagocyte, 1320
Phenotype, 800
Genotype correlation, 834
Phenylalanine, 776
Phosphomannomutase, 542
Phosphomannose isomerase, 1535
Photoreceptor degeneration, 503 (R)
Phylogenetic analysis, 492, 1507
Pili torti, 1107
Pima Indians, 659
Pitch perception, 221 (E)
Pituitary tumors, 232
Placental barrier, 763
Polycystic lipomembranous osteodysplasia with
sclerosing leukoencephalopathy (PLO-SL), 362
Point mutation, 717 (L)
Polymorphism, 36, 484 (L), 776
Multiple sclerosis, 373
Polyposis, 1129
PON1, 36
PON2, 36
Population(s), 991 (L)
Finnish, 1171
Genetics, 776
Models726 (L), 731 (L)
Structure, 420
Substructure, 1171
Positional cloning, 950
Power, 205 (L), 1212
pre-mRNA secondary structure, 269
Pregnancy, 1 (R)
Premature-termination codon, 98
Prenatal diagnosis, 768, 800
Presenilin-1, 70
Primary congenital glaucoma, 325, 573
PRKCG, 1248 (L)
Programmed cell death, 514 (R)
Proliferative advantage, 1555 (L), 1557 (L)
Promoter, 484 (L)
Prostate cancer, 653, 1416, 1425
Protein kinase C, 1248 (L)
Protein-truncation mutation screening, 86
Pseudoachondroplasia, 311
Psychiatric disorder, 1084, 1548 (L)
PTEN, 1020 (E)
Pycnodysostosis, 848
Pyruvate carboxylase, 1312
Quantitative PCR, 768
Quantitative-trait loci, 962
Radioresistant DNA synthesis, 551
Radiosensitivity, 551
Radiotherapy, 45
Receptors, 373
Recessive deafness/hearing loss, 792, 904
Recessive disease, 542
Relative-pair methods, 728 (L)
Renpenning syndrome, 1092
RENS1, 1092
Repeat-expansion detection, 1548 (L)
Replicative senescence, 1003 (R)
Respiratory failure, 1439
Response, antibody, 215 (R)
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RET, 715 (L)
Signaling pathway, 715 (L)
Retina, 1248 (L)
Degeneration, 192 (L)
Retinitis pigmentosa, 503 (R), 1248 (L), 1452
Retinoblastoma, 610
Rigid-spine syndrome, 1439
Risk factor, 1044
RP11, 1248 (L)
rRNA, 27
Ryanodine receptor, 599
RYR1, mutations, 599
Saami, 1137
Saethre-Chotzen syndrome, 1370
Sample size, 962
Sanfilippo syndrome, 53, 64
Saudi Arabia, 295, 325
Scottish BRCA1/2, 1543 (L)
Season of birth, 1262 (L)
Segregation analysis, 738
Senescence, 1003 (R), 1008 (R), 1015 (R)
Sensorineural deafness, 27, 355, 1123
7-Biopterin, 1302
Severe combined immunodeficiency disease, 136
Sex, 1262 (L)
Reversal, 189 (L)
Sex-linked disorders, 768
shaker-2, 904
Short tandem repeat, 1408
Polymorphism, 1507
Sib pair(s), 181, 204 (L), 406
Affected, 205 (L)
Linkage, 1460
Statistics, 728 (L)
Sibship test, 450
Significance, 994 (L)
Level(s), 690, 996 (L)
Simple tandem-repeat polymorphism, 1389
Simulation(s), 994 (L), 996 (L)
Studies, 171
Single step, 1408
Single-strand conformational analysis, 286
Situs inversus, 1551 (L)
Skeletal dysplasia, 816
Slippage rate, 1408
Smooth-muscle cell, 253
Sperm, 1269 (R)
Typing, 1484
Spermatogenesis, 6 (R)
Spinal muscular atrophy, 485, 486
Spinal neurofibromatosis, 834
Splice effectors, 269
Splice-site mutation(s), 70, 585
SSCP, 1034, 1361
Statistical genetics, 181
Statistical power, 202 (L), 1228
Statistics, 459
Sterility, 533
Stop mutations, 269
STRP (see Simple tandem-repeat polymorphism)
Sulfatases, 562
Survival motor neuron, 485, 486
T cells, 373, 1003 (R)
TAP, 215 (R)
Teeth, 987 (L)
Temperature sensitivity, 1539 (L)
Teratogenicity, 25 (E)
Testing, genetic, 736 (L)
Tetrahydrobiopterin, 1302
Threshold, 994 (L)
Tibial muscular dystrophy, 620
Tocopherol transfer protein, 301
Topoisomerase, 253
Transcript defect, 713 (L)
Transcription, 77
Defective/deficient, 111, 713 (L)
Transcriptional coactivator DCoH, 1302
Transferrin, 542
Transglutaminase, 1052
Translocation, 1475
Transmission-ratio distortion, 1493
Transmission/disequilibrium test, 450, 703, 969
Triglyceride, 406
Trinucleotide expansions, 1548 (L)
True likelihood, 738
TSC1, 810
TSC2, 286, 810
Tuberous sclerosis complex, 286, 810
Turner syndrome, 533
Twins, 406
TWIST, 1370
Two-stage strategy, 205 (L)
Type I error, 202 (L)
Rate, 1212
UBE3A, 1353
Ubiquitin, 1353
UDP-glucuronosyltransferase, 585
Uridinediphosphoglucuronate glucuronosyltransferase,
585
Uniparental disomy, 848, 1551 (L)
Urogenital defects, 130
Urogenital development, 824
Vaccines, 215 (R)
Subject Index for Volume 62 1583
Valvular dystrophy, 627
van Buchem disease, 391
Variance-component linkage analysis, 1198
Variegate porphyria, 1254 (L)
Virus resistance, 211 (R)
Vitamin E deficiency, 301
von Gierke disease, 400
von Hippel–Lindau disease, 1475
Wilson disease, 484 (L), 484 (L)
WT1 mutations, 824
X chromosome, 122, 800, 865, 1092
Inactivation, familial/skewed, 1555 (L), 1557 (L)
Linkage, disease, 122, 627, 865, 1320
Rearrangements, 533
Y chromosome, 1171
Polymorphisms, 420
YAC contig, 890
Zonular pulverulent cataract, 526
